BHIEF5IEK 2024 £ 4 A% 21 %% 8 ¥ Lab Med Clin, April 2024, Vol. 21,No. 8 « 1087 -

<t Z . DOI:10.3969/j. issn. 1672-9455. 2024, 08. 013
ol FaEERENFERILAEEAEENIEEKN AME

Z A AN ARV ER L ERW
LWABEEFTas@Eerm ESfaiAA, L &G F 276000

W OE.BHH HAAA S AEAMNNIPD FEEBILEERFTTOEALAMNA, Fik =RELER
2017 % 1 A £ 2022 % 6 A AR EF @ AFAE NIPT 378U E EIKFF 09 952 4 & 56 343 49 6 R 515
AR R, B BN PT A R AT R ARS8 (<35 %, 467 1) 55 BB (=35 ¥ ,485 B, A
B3 G AT B A A e S AR 5] 5 A (CMAD 3+ B T FRMAL (PPV) . K35 BT A Bda , [ 7 B 18 4 4 4
BB 3~12 /AR, &R KL 952 4 NIPT #6)UF &4k & 69 F-da P 515 4] A F L 3 &4k 3E B A6, 244 1) A
PE e &K JE HAZ IR (SCA) L 193 41 A Hpb e 4K F9% . 515 1% W ERIEEAT R P A FILE EK=IKBIL
397 %1 ,PPV % 77.09% ;244 4] SCA ¥ ALt SCA 119 %, PPV 4 48.77% ;193 Il i e ik F % P AN £ &
WRE LB, TAZEYETR T 3~12 AR ABATEARE e iE 35, 952 61 B3 % 5 112 4 , [ 35 R 2 &
#88.24%, MM 401 Bl e B AL, L B R H¥ 261 4,3~ 140 #1; = A &£ = 378 #, F = )L 23
B34 & £ % L 363 B, AR R Z L 17 B, B KL 21 4 ok A 4 B S UL 396 4, ok A HRTa A6 UL 5 I,
it NIPT i &R ILH Wk E R B R RS, TiiE SCA 2 REH & F L F EREELK,

KER A FWARAER; BESN; FERREIN SN, MERNE; BREH

FEESFES :R596. 2 XEAPRERD: A NXEHS:1672-9455(2024)08-1087-05

Clinical application value of non-invasive prenatal genetic testing
in screening fetal chromosomal abnormalities”
LI Huafeng s XU Conghong” sFENG Tong ,QIU Jigang ,LI Yongli
Department of Medical Genetics ,Linyi Maternal and Child Health Hospital .
Linyi ,Shandong 276000,China

Abstract:Objective To investigate the clinical application value of non-invasive prenatal genetic testing
(NIPT) in screening fetal chromosomal abnormalities. Methods The clinical data of 952 singleton pregnant
women with fetal chromosomal abnormalities indicated by NIPT in the Department of Medical Genetics of the
hospital from January 2017 to June 2022 were selected retrospectively as the research objects. According to
age,all subjects were divided into low age group (< 35 years old,467 cases) and high age group (=35 years
0ld,485 cases). Karyotype analysis and chromosomal microarray analysis (CMA) were performed on all sub-
jects,and positive predictive value (PPV) was calculated. All pregnant women were followed up for 3 to 12
months after delivery. Results A total of 952 cases of NIPT pregnant women with fetal chromosomal abnor-
malities were collected,including 515 cases of common chromosomal aneuploidies, 244 cases of sex chromo-
some aneuploideis,and 193 cases of other chromosomal abnormalities. Among 515 cases of common chromo-
somal aneuploidies,397 cases were true trisomysand the PPV was 77.09%. Among 244 cases of SCA,119 ca-
ses were true SCA,and the PPV was 48. 77%. There were 193 cases of other chromosomal abnormalities,and
61 cases of true chromosomal abnormalities. All pregnant women were followed up by telephone within 3 to
12 months of the expected date of delivery. Among 952 pregnant women, 112 cases were lost to follow-up,and
the follow-up success rate was 88. 24 %. A total of 401 fetuses were followed up,including 261 cases of sponta-
neous delivery, 140 cases of cesarean section, 378 cases of term delivery,23 cases of premature delivery,363 ca-
ses of normal birth weight,17 cases of low birth weight infants,21 cases of macrosomia,396 cases of healthy
birth infants,and 5 cases of birth defects. Conclusion NIPT has high accuracy in screening common fetal
chromosomal aneuploidies and can screen for SCA,but it is not recommended to screen rare chromosomal ane-

uploidies.
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